Emery-Dreifuss muscular dystrophy is a rare but clinically distinctive X linked muscular dystrophy. The principal features separating this disorder from the commoner and more widely recognised Becker and Duchenne muscular dystrophies include prominent and early cardiac involvement, widespread joint contractures, relatively mild and slowly progressive muscle disease, and a distribution of muscle involvement that may selectively involve the peroneal muscles in addition to the proximal groups.
The disorder was originally described by Dreifuss and Hogan' and by Emery and Dreifuss2 in Amer- ica, but has subsequently been recognised in other parts of the world. Table 2 shows the estimated lod scores between Emery-Dreifuss muscular dystrophy and the various marker loci at different values of recombination fraction (0). Table 3 gives the numbers of recombinants for specific meioses and the figure shows the pedigree structure and the genotype for the loci DXSJ5 and F8C. The kindred was not informative for colour blindness.
Discussion
The results from this kindred leave no doubt that the locus for Emery-Dreifuss muscular dystrophy is distally located on the long arm of the X chromosome and they exclude a short arm localisation comparable to that of the Duchenne and Becker forms. The localisation at q27-28 is similar to that suggested by Boswinkel et at6 and to that found previously by Thomas et value." Further information on the precise localisation and exclusion of further genetic heterogeneity will be needed before this approach can be used confidently in prediction and it will be important for all large families with the disorder to be studied on a world wide basis in view of its rarity.
The identification of a clearly separate genetic locus for Emery-Dreifuss muscular dystrophy indicates a basic defect distinct from that responsible for Duchenne and Becker dystrophies. It also emphasises the need for careful clinical distinction of the Becker and Emery-Dreifuss dystrophies if misinterpretation of genetic linkage data in prediction is to be avoided.
